An unbalanced complex chromosome rearrangement with 10
Complex chromosomal rearrangements (CCR) involve three or more breakpoints and may result in balanced or unbalanced karyotypes. An abnormal phenotype is always present in subjects with an unbalanced CCR and balanced ones are also often associated with phenotypic abnormalities.
Kousseffet al' reviewed 19 CCR classified as group II (five or more breakpoints): among the 10 balanced cases only two had a normal phenotype and were familial while eight had various abnormalities with mental retardation. These abnormal phenotypes were probably the result of submicroscopical deletions or the involvement of one or more genes in a breakpoint. The highest number of breakpoints reported is eight.
We describe a female infant with a de novo unbalanced CCR with 10 breakpoints. She had severe mental retardation, congenital cardiac malformations, and facial features suggestive of Williams syndrome (WS). This syndrome was mapped to 4q33-+q35.1 on the basis of a female infant showing clinical features of WS and monosomy of this region.
Case report
The proband was a female infant born at term on 25.11.87 after an uneventful pregnancy to a 22 year old primigravida. The father was 30 years old. Her weight was 2400 g (< 3rd centile) and length was 50 cm (50th centile).
At birth severe cyanosis was present owing to tetralogy of Fallot. Before the initial cardiac surgery at five months she showed failure to thrive and slow feeding.
At 26 months she was admitted to the Child Neuropsychiatric Clinic because of severe psychomotor impairment. On clinical examination she showed weight, height, and head circumference below the 3rd centile. She had a dolichocephalic cranium, malar flattening, fullness of the cheeks, depressed nasal bridge, prominent lower lip, and a large and open mouth, and a stellate iris pattern was observed (fig 1) .
Psychomotor development was seriously impaired: she was unable to sit or stand unaided, or to roll from her back to her front. She showed diffuse muscular hypotrophy and hypotonia on neurological examination. Severe mental retardation was present with an autistic-like condition.
Heterotopic grey matter, enlarged fourth ventricle and cisterna magna, and pachygyria were detected on CT scan.
EEG showed aged related slow background activity, without abnormal excitability, correlated to the morphological abnormalities. 
